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He	was	referred	to	the	genetics	clinic,	where	a	cytogenetic	
study	was	 conducted	 on	 skin	 fibroblasts.	We	 analyzed	 100	meta-
phases	of	hyperpigmented	skin	(A)	and	41	metaphases	of	hypopig-
mented	 skin	 (B).	The	 results	 revealed	 trisomy	7	mosaicism	 in	 5%	
of	the	metaphases	in	both	fragments	[A:	47,XY,+7[5]/46,XY[95]	and	
B:	 47,XY,+7[2]/46,XY[39]].	 Remaining	 ancillary	 exams	 showed	no	
abnormalities. 
The patient is currently being followed by neuropediatri-
cians.
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whorled	 nevoid	 hypermelanosis	 (LWNH)	 –	 hyperpigmentation.	
Since	 it	 is	difficult	 to	determine	 the	baseline	skin	color,	many	au-
thors now consider HI and LWNH under the broader concept of 
pigmentary	mosaicism,	which	can	be	caused	by	a	wide	variety	of	
genetic defects.1	 Specifically,	 mosaic	 autosomal	 trisomies	 are	 re-
sponsible for 30% of cases.2
Trisomy 7 mosaicism can explain pigmentary phenotype in 
our patient since chromosome 7 has several pigmentary genes (e.g. 
GPNMB;	EGFR;	HGF)3 and chromosomal abnormalities can disrupt 
their expression or function.3
Considering the 18 cases of postnatal diagnosis of trisomy 
7	reported	in	the	literature,	16	were	mosaic	and	9	of	them	presented	
with pigmentary mosaicism.4	Extracutaneous	findings	in	trisomy	7	
mosaicism	 included	 renal	malformation,	 facial	 dysmorphism	 and	
growth retardation without a typical clinical presentation. In our 
case,	additional	findings	of	hypertrichosis,	musculoskeletal	and	mi-





associated with involvement of other organs should prompt systemic examination to detect additional anomalies and genetic 
evaluation	should	be	considered,	even	with	normal	fetal	karyotype.
Keywords: Hyperpigmentation; Hypopigmentation; Mosaicism; Trisomy  
Our	patient	also	displayed	a	normal	fetal	karyotype	during	
amniocentesis,	 reflecting	 the	 difficulty	 of	 assessing	 chromosomal	










out to detect further abnormalities. Neurology referral and baseline 
ophthalmology evaluation are advisable to detect subtle develop-
ment delays or motor defects.6,7	Other subspecialty referrals should 
be	individualized,	as	dictated	by	clinical	findings.	
Genetic	evaluation,	including	karyotyping,	should	be	con-
sidered in patients with widespread dyspigmentation associated 
with	 involvement	of	other	organs,6	 even	with	normal	 fetal	karyo-
type.q
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